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1. (Original) An isolated polynucleotide comprising a 
nucleotide sequence which is at least 85% homologous to 
SEQ ID NO: 1, wherein said nucleotide sequence is 
associated with hereditary f erritinopathy . 

2. (Original) The isolated polynucleotide of claim 1 
wherein said nucleotide sequence is greater than 95% 
homologous to SEQ ID NO: 1. 

3. (Original) An isolated polynucleotide comprising the 
nucleotide sequence set forth in SEQ ID NO: 1. 

4. (Original) An isolated polynucleotide that encodes a 
polypeptide comprising the amino acid sequence set forth 
in SEQ ID NO: 2. 

5. (Original) An oligonucleotide comprising at least 
about 20 contiguous nucleotides of SEQ ID NO: 1/ wherein 
said oligonucleotide hybridizes to the variant region in 
the ferritin light chain gene which is associated with 
hereditary f erritinopathy . 

6. (Original) An isolated polynucleotide that encodes a 
polypeptide comprising the amino acid sequence set forth 
in SEQ ID NO: 12, 

7. (Original) An expression vector comprising the 
isolated polynucleotide of claim 3. 

8. (Original) An isolated host cell comprising the 
expression vector of claim 7. 

9. (Original) A process for producing a human ferritin 
light chain variant polypeptide comprising culturing the 
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host cell of claim 8 and recovering the polypeptide from 
the culture* 

10. (Original) An isolated polypeptide comprising the 
amino acid sequence selected from the group consisting of 
SEQ ID NO: 2 and SEQ ID NO: 12. 

11. (Original) An antibody immunologically specific for 
at least one of the polypeptides of claim 10. 

12 . (Original) An antibody as claimed in claim 11, 
wherein said antibody is monoclonal. 

13. (Original) An antibody as claimed in claim 11,- 
wherein said antibody is polyclonal, 

14. (Original) A method for diagnosing a patient with 
hereditary ferritinopathy, said method comprising, 
determining if said patient has a ferritin light chain 
gene variant of SEQ ID NO: 1 or a protein or functional 
fragment encoded thereby, wherein the presence of said 
variant is indicative of said f erritinopathy . 

15. (Original) The method of claim 14, wherein the 
presence of said ferritin light chain variant is 
determined by PGR. 

16. (Original) The method of claim 14 , wherein the 
presence of said ferritin light chain variant protein is 
detected via immunohistochemistry. 

17 . (Currently amended) A transgenic animal comprising an 
altered ferritin light chain gene variant of SDQ IP 110 s 1 
or a functional fragment thereof . 
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18. (Currently amended) The transgenic animal of claim 
17, wherein said altered _ ferritin light chain variant 
comprises e # SEQ ID NO: 1 and is operably linked to a 
promoter selected from the group consisting of a mouse 
MoPrP prion promoter, a rat neuronal specific enolase 
promoter, a platelet derived growth factor B chain gene 
promoter, a dystrophin promoter, a PGK promoter, a CMV 
promoter, the neuronal-specif ic platelet-derived growth 
factor promoter (PDGF) , a Thy-1 promoter, a hamster Prion 
promoter and a Glial fibrillar acidic protein (GFAP) 
promoter 

19. (Original) The transgenic animal of claim 18, wherein 
SEQ ID NO; 1 is operably linked to the mouse MoPrP prion 
promoter, 

20. (Currently amended) Progeny of the transgenic animal 
of claim 17. 

21- (Original) The transgenic animal of claim 17, which 
is mouse, wherein the endogenous ferritin light chain 
gene has been replaced with the human ferritin light 
chain variant of SEQ ID NO: 1- 

22. (Currently amended) A method for screening and 
identifying agents which affect ferritin deposition and 
metabolism in nn animal model pvatom the transgenic 
animal of claim 17 , comprising: a) providing a transgenic 
animal comprising SEQ ID NO: — 1, b) 

a) administering said agent to said transgenic 

4rke- animal of step a) c) 
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b) assessing said animal for an alteration in 
aberrant iron deposition and metabolism, if any, relate 
to an untreated mouse, and 

eVf c) identifying those agents which modulate 
ferritin deposition and iron metabolism. 



23. (Cancelled) 

24. (Original) The method of claim 22, wherein said 
animal is assessed for aberrant ferritin deposition via 
histochemistry of a tissue type selected from the group 
consisting of brain, skin, renal, and liver* 

25. (New) A host cell isolated from the transgenic 
mouse of claim 17 . 

26. (New) Progeny of the transgenic animal of claim 18. 

27. (New) A method for screening and identifying agents 
which affect ferritin deposition and metabolism in the 
transgenic animal of claim 18, comprising: 

a) administering said agent to said transgenic 

animal 

b) assessing said animal for an alteration in 
aberrant iron deposition and metabolism, if any, relative 
to an untreated mouse, and 

c) identifying those agents which modulate 
ferritin deposition and iron metabolism. 

28. (New) A host cell isolated from the transgenic 
mouse of claim 18. 
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